Poikiloderma is characterized by mottled pigmentation, telangiectasia, and epidermal atrophy. It is a common cutaneous finding in a number of genodermatoses. We present a case of a 13-month-old male child with poikiloderma, heat intolerance, and photosensitivity, which made us evaluate him for poikiloderma-associated syndromes. The diagnosis of Hereditary Fibrosing Poikiloderma (HFP) was done based on the genetic study which showed mutation in FAM 111B gene.
Introduction
Poikiloderma is characterized by mottled pigmentation, telangiectasia, and epidermal atrophy. It is a common cutaneous finding in a number of genodermatoses. Poikiloderma of the skin can act as window for subsequent genetic testing in diagnosis, to inform the likely associated features and prognosis of the disease. We present a case of a 13-month-old male child with poikiloderma, heat intolerance, and photosensitivity, which made us evaluate him for poikiloderma-associated syndromes, and the diagnosis of hereditary fibrosing poikiloderma (HFP) was done based on the genetic study which showed mutation in FAM 111B gene.
Case Report
A 13-month-old male child presented with complaints of abnormal skin color since day 18 th of birth. He is a second child born out of nonconsanguineous marriage to healthy parents; the older sibling is a boy without any obvious abnormality. No other family member affected with similar complaints. According to his parents, the child was apparently all right till 18 th day after birth when he started getting fever with red rash over face and distal extremities; later, rash resolved in a month to leave behind hypo-and hyper-pigmented macules. At the age of 4 th month, the child had one episode of sudden onset of few clear fluid-filled vesicles over extremities and face which resolved spontaneously leaving behind hyperpigmentation. Parents also gave a history of sudden onset of loss of hair over the scalp, eyelashes, and eyebrows at the same time; later, light golden color hair regrew spontaneously. Parents also reported a history of photosensitivity, decreased sweating in the child, and extreme intolerance to heat since birth.
Cutaneous examination [Figures 1-4]
revealed multiple discrete tiny hypopigmented and hyperpigmented macules distributed predominantly over photoexposed areas, with dermoscopically visible telangiectasia over the face, suggestive of poikiloderma. There were multiple discrete tiny scaly eczematous papules over the trunk and both the extremities. Light golden-colored hair with decreased density of scalp hair was noted. Nails and teeth were normal. Ophthalmic evaluation was suggestive of keratoconjunctivitis with slight ectropion. The child has achieved age-appropriate milestones with no systemic abnormality. There was neither history of fever nor any constitutional symptoms. All routine blood investigations were normal. Urinary porphyrin levels and direct immunofluorescence of lesional skin were negative. Skin biopsy was performed from poikilodermatous area over back which showed [Figures 5 and 6] focal atrophy with basal cell vacuolization, melanin incontinence, and decreased sweat units in the dermis.
Based on history and clinical features, poikilodermatous conditions such as Kindler syndrome, Rothmund-Thomson syndrome, Werner syndrome, and Bloom syndrome were considered as differentials. [1] A genetic study was performed on the patient's serum. Whole-exome sequencing showed mutation in FAM 111 B gene located on chromosome 11q12.1 confirming the diagnosis of HFP.
Discussion
HFP is an autosomal dominant (in 50% cases) genetically transferred disorder caused by mutation in FAM 111B gene located on chromosome 11q12.1. [2] Other 50% of cases are sporadic. Exact function of this gene is yet not well understood, but this gene provides instruction for making a protein that is found in many parts of body, particularly in the skin, muscle, lungs, and pancreas. [2] [3] [4] Abbreviation used for HFP is POIKTMP [2] (poikiloderma with tendon contractures, myopathy, and pulmonary fibrosis). Phenotype of the cases may differ from each other. Very few around 25 such cases have been reported in medical literature. [2] Mercier et al. [3] reported a series of 10 families of which 15 had mutation in FAM 111B gene. This series of cases helped us to better understand the wide range of phenotypic presentation associated with FAM 111B gene mutation [ Table 1 ].
As shown in Table 1 , there is a wide range of variability in clinical features of HFP. In our case, family history was negative which denotes sporadic nature of this condition. The common cutaneous manifestations shared by our case with prototype cases found in literature were poikiloderma, sparse hair, anhidrosis, heat intolerance, photosensitivity, and eczematous skin rash. Some patients may exhibit only cutaneous abnormalities with or without muscle contracture or other system involvement which usually occurs in later life. Grievous symptoms such as pulmonary fibrosis affect only adults and associated with life-threatening systemic manifestations. [3, 4] Since the course of the disease is unpredictable, long-term follow-up of these patients is required for better management of patient.
Our case demonstrates variability in clinical features of HFP and importance of cutaneous examination along with genetic study to establish the diagnosis. We highlight the rarity of this syndrome, and to the best of our knowledge, no Indian case reports are available till now.
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